SUMMARY A male infant with multiple congenital anomalies and psychomotor retardation was found to have a translocation resulting in partial trisomy for the distal part of chromosome 3p. An older sister with similar clinical findings had an identical karyotype. Chromosome studies in the phenotypically normal parents revealed a balanced translocation in the mother involving chromosomes 3, 1 1, and 18. An identical translocation was found in one of the normal children.
Partial trisomy 3p has been described in more than 20 patients.1-16 The clinical findings in the various cases are quite consistent and were recently reviewed by Van Regemorter et all5 and Charrow et al. 3 The most prominent clinical features common to most of the cases are microcephaly, frontal bossing, square face, hypertelorism, long philtrum, downturned corners of the mouth, micro-or retrognathia, congenital heart disease, genital abnormalities, and psychomotor retardation. The great majority of cases resulted from segregation of familial translocation mainly through the mother.
In this report we describe a brother and sister with trisomy 3p23-+3pter. They inherited a derivative chromosome 11 segregating in the mother, who is a balanced carrier of a complex translocation: t(3 ;11 ;18)(p23 ;q25;q21 1). Four phenotypically normal sibs, five maternal aunts and uncles, and the maternal and paternal grandmothers were karyotyped. The significance of the clinical and cytogenetic findings will be discussed. 
Cytogenetic fndings
In the proband (case 1) and his sister (case 2) over 20 metaphases were scored in peripheral blood lymphocytes and 46 chromosomes were found in all cells. One abnormal chromosome 1 lq+ was observed in each cell (fig 3) . The additional segment on chromosome 11 seemed to consist ofthe distal region of 3p, namely 3p23-÷3pter. In order to identify the origin of the additional segment, the parental chromosomes were studied.
The mother's cells revealed a three way translocation in which chromosomes 3, 11, and 18 were involved (fig 4) . Our interpretation of this translocation was: one break in 3p23, one break in chromosome 1 1q25, and one break at 18q21 *1. The detailed designation of this karyotype following the ISCN (1978) convention is 46,XX,t(3;11;18) (p23;q25; q21 1) (3qter -* 3p23::18q21 1 -18qter;I1 pter-* I Ilq25: :3p23 ---3pter; 18pter ->18q21 1:::1 lq25 qter). Thus, the abnormal chromosome 11 segregated twice to gametes that on fertilisation gave rise to case 1 and case 2, whose karyotype is 46,XX(or XY), der 11,t(3 ;11 ;18)(p23;q25;q21 1) mat.
All other family members that have been studied were found to have normal karyotypes (see fig 1) . Only one child (V.2) was a balanced carrier like the mother. The fact that the parents are second cousins and that the paternal grandparents have only two healthy children out of 12 pregnancies raised the possibility that the translocation is segregating in the family. However, the data suggest a de novo translocation in the mother. The fact that both grandfathers are dead excludes a final conclusion.
The same translocation was also present in the skin fibroblasts of the proband and his mother. In spite of the complex translocation carried by the mother, four out of six pregnancies gave rise to normal or balanced carrier offspring. Fig 5 shows 
